Blepharophimosis-ptosis is an autosomal dominant disorder in which previous chromosome rearrangements have suggested a putative gene location on the long arm of chromosome 3. This paper confirms the location at 3q21-24 with linkage studies in two large families. A lod score of 3-2 was found with D3S1237.
Linkage analysis in blepharophimosis-ptosis syndrome confirms localisation to 3q21-24 H S Harrar, S Jeffery, M A Patton Abstract Blepharophimosis-ptosis is an autosomal dominant disorder in which previous chromosome rearrangements have suggested a putative gene location on the long arm of chromosome 3. This paper confirms the location at 3q21-24 with linkage studies in two large families. A lod score of 3-2 was found with D3S1237. The blepharophimosis-ptosis syndrome (BPES) was first described in 1841 by Fredrich August von Ammon.' It consists of blepharophimosis, ptosis, epicanthus inversus and some extraocular features such as learning difficulties and female infertility. The term blepharophimosis describes the reduction in the horizontal diameter of the palpebral fissure. This is associated with dysplasia of the eyelid owing to fibrosis and impairment ofthe laevator palpebrae superioris muscle.2 There may also be amblyopia and blockage of the lacrimal puncta.' Surgical correction is available to improve the cosmetic appearance of the eyes.
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